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HETBE R

No. BETAE Ver. | iEFMBHLGR VERE KRE
1| B ERL 1 2017/05/31 | /NE W | £ TH&E
2 | EAEHET KL ADETIE 2 2017/7/25 | /PR | AR TR

BRAKEE LA RAHO) 02 LE X
3| AR E A RTO) D LE R 3 2017/9/11 | /Mg M | AR TR
4 | RAEXGEE OB EEE 4 2018/4/2 | MINE— | & T&

AR A (IR @) OHIBR & Xt

IS AHIHE (11) OB
5 | HHEHAHE 5 | 2018/10/23 | MJINE— | & &
6 |HHEHERE 6 | 2018/12/26 | MJINE— | &% FA&
7| Bl OB IE (RS R OBl 7 2019/4/1 | MINE— | SRER
8 | HUS i 8 2020/4/2 | M)INE— | RER
9 | HEAH 9 2020/7/5 | MINE— | SR
10 | intron FEIK BN 10 2020/8/26 | MIVE— | KRB
11 | intron fEIK BN 11 2021/1/13 | MIE— | KRB
12 | intron fEIK BN 12 2021/5/18 | MJINE— | KRB
13 | intron FEIK DB 13 | 2021/11/12 | HE)IE— | SR
14 | EXLHE 14 2022/4/1 | M)INE— | KRB
15 | s 42 (TAZ—TAFAZZIN) 15 | 2022/8/30 | MIE— | SREN
16 | fEIEGE N 16 | 2022/11/24 | MIE— | SRE%
17 | (1) AR EOGEEE 0L H 17 2023/4/1 #FFRE | REX
18 | intron fEIKDAE T 18 2024/6/1 ME— | RS
19 | RIKOEHE 19 2025/4/1 AR OTHE | RER
20 | MAKTREE - Bis oM 20 2025/9/1 | AiEgEr | KRB
21 | REFIEOEIE 21 | 2025/11/1 | &#DARHH | SRER
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REEE [ FARERERNSIERE |

BREA [ RREEREFESERFELTRE ]

iR

JRFEMEGIE AN AE &%, BRGIE R, IR SE R O EMADBIED & 2RI
IRRMEDECTZIRRETH Y, BERIT 10 HHT0 2—3 ATH D, FORMERERSIEIC
BWTIE, BN ETZ DR TH 203, BYENKE, EE LT < REICITEE
L CEIE L 72D, RO EDHE £ T IZBRR KRB ZE O | BFHFH TIIRELE 72
HRNE D RIRFEMEDIRNETEIC K D BYWYEZ SIS/ I L7e 7562 L b2, JREM
TR EIE DR BEFIIBEEZ S RAEINTEY . AREIXRET#H2RET 2 EE
BILEL 725, ABETHRETE 2864 FREORIIRT, b, FEEFHREDEN
ZDWTIE, JEWR - IR - AT RS DIRARNHIE T 2 0N H D | R AR
BREDIRFICHE D 5 HEIC K 2 BARERFOHBAEE L, ALy 37
Ba— RERT Y Vo L ZDWMERO AT T A AN A Z , kit — 7 = —Cfig
Bri. FElCBRHEESNTZT VAVBEE 1%L FORRN) 72 MZOWTHET 5, BK
BB « FANE D 2 ©— Lo KRB e 7 AEIEZARIZE LI @R Cof
MR — FRIORMR S — 7 o — TR 7- 0, g s Ly, (St
AZZONTIANY T ha—F —TRIHTE LI L TEWET 208, N T v
Fa—F —THRHTE R b DI L TIIEAIE LTHE LA,

BREXNREILT

PR B4 SR T

L. SMREETZ AN AE IKBKG, NFKBIA (IKBA), IKBKB, ORAL1

2. FIEVEIMEREAMEY L SHRRER | PRFL UNCL3D, STX11, STXBPZ, FAAP24, SLC7A

JiE 7, LYST, RAB27A, AP3B1, AP3D1, SH2D1A, XIAP
(BIRC4), RHOG, CDC42, HAVCRZ, NLEC4, MVK

3. H O o S BEFRSE R FAS, FASLG, CASPS, NRAS, KRAS, AIRE, FOXP3,
IL2RA, CTLA4, LEBA, STAT3, IKZF1, PIK3CD,
PIK3R1, PRKCD, TNFAIP3, RELA, CARDI1, ADA2
, PTEN

4. RIEMERGER R 1110, IL10RA, IL10RB, RIPK1, FOXP3, CTLA4,
LRBA, WAS, XIAP (BIRC4), CYBA, CYBB, NCF2, N
CF4, INFAIP3, TTC7A, IKBKG, SKIC3 (TTC37),
SKIC2 (SKIV2L), SAMDY, RELA

5. 21k FEEE CYBB, CYBA, NCF2, NCF4, G6PD, CYBCI
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TLR 5% iE

IRAK4, MYDSS, TIRAP, IKBKG, NFKBIA, IKBKD,
RPSA, NKX2-5, RBCK1, TLR7, TLRS, IRF4,
IRAKI

HIEME A AN 2IE (panel 1)

IL2KRG, JAK3, IL7R, RAGI, RAGZ, DCLREIC, ADA
, PNP, ZAP70, L1G4, NHEJ 1, TBX1, SASH3, AKZ,
FOXNI, ATM, CHD7

HIEE S R E AR SIE (panel2)

CORO1A, PREDC, PTPRC, STAT5B, ORAL1, STIMI
, MAGT 1, RACZ, SEMASE, POLE, CD3D, CD3E, CD2
47, LAT, DOCKZ, RELB, TFRC, PAX1, PTCRA, CD3
G

MHC K48 JE

TAPI, TAP2, B2M, CIITA, RFXANK, RFX5, RFXAP

10.

SN RERL S0 S R AE (panel 1)

INFSF12, TNFSF13, TNFRSF13B, TNFRSF13C, C
D19, CRZ, PLCGZ, IKZF1, IKZF3, NFKBI1, NFKB2
, SEC61A41, IRF2BPZ, ATP6API, SH3KBPI, ARHG
EF1, DNMT3B, ZBTB24, CDCA7, HELLS

11.

SN RERL S0 S R AE (pane2)

1C0S, PLCG2, LRBA, CTLA4, IL2IR, MALTI, MSN
, CARDI 1, BCL10, ITK, PIK3CD, PIK3RI, NFKBI
, NFKBZ, KRAS, ICOSLG

12.

I HRERJEE (panel 1)

ELANE, HAX1, WAS, CSF3R, SKP54, CXCR4, VPS4
5, DNAJC21, EFL1

13.

T ERIAME (panel2)

GFI1, G6PC3, SLC37A4, TAFAZZIN, VPS13B, US
B1, JAGNI, CLPB, SHARCDZ, CXCRZ2

14.

i TgE SEfERE

STAT3, TYKZ, IL6FK, ZNF341, ERBIN, TGFBRI, T
GFBRZ, SPINKS, PGM3, CARDI 1, DOCKS, 1L6ST,
STAT6

15. @ MER RN T o 2 A IL17RA, IL17F, STATI, TRAF31P2, RORC, AIRE
, STAT3, IL12RBI, IL12B, CARD9, IL17RC

16. B A R EE BIK, IGHM, IGLL1, CD794, BLNK, PIK3CD, PIK3
R1, TCF3, SLC39A7, TRNT1, IKZF1, IKZF3, FNI
Pl, SP11

17. AR IBIE (panell) CIQA, CIQB, C1QC, CIR, C1S, C2, €3, €5, €6, C7

, C84, C8B, C9, CFB, CFI, CFP, MASPZ, MBLZ, CF
D

18. AHAKIBIE (panel2) (EA=MEIM

EMEE )

SERPINGI, F12, ANGPT1, PLG, CD55, CD59
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19. S RVEGERSIEMERE (VAL
A S G

STATI, STATZ, IRF7, IFNARI, FCGR3A, IFIHI,
IRFS, MO, IRF9, TFNARZ, NOS2, ZNFX1, POLR
3A, POLR3C, POLR3F, MAPILC3B2, TLR7

20. AT BEM~ A a s T

T 5y GE

ILIZRBI, IL12B, IL12RB2, IL23R, IFNGRI, IF
NGR2, STATI, CYBB, IRFS, TYKZ, RORC, JAKI, I
KBRG, GATAZ, 1SG15

21. 1 TgMJEfERE

CD40LG, AICDA, CD40, UNG, INOSO, PIK3CD, PI
K3R1, PTEN, IKBKG

22. IPEX JEMERE FOXP3, IL2RA, IL2RB, CTLA4, LRBA, STAT3, FE
RMT1, STATI, STAT5B, DEF6, NBEALZ, BACHZ, T
KZF1, DOCKS

23. U4 A=y NTINVRY v TFIEME | WAS, ARPCIB, CDC42, WIPF1

it

24. S RMEMLREEE DKC1, TERC, TERT, TINFZ2, RTEL1, ACD, WRAP53
, PARN, CTCI, NOP10, NHP2, STN1, DCLRE1B

25. EB A VAR Y L oRHEAFEMESR | SHEDIA, XIAP, MAGT1, ZAP70, PIK3CD, PIK3R1

st , NFKB1, CTLA4, PRF1, STXBP2, FAS, IKZF3, NB
FAL2

26. ZEIRMERRR A K T GATAZ, CSF2RA, CSF2RB, IRF7, IRFS

27. "BMAREY O E AN RIE SMARCAL 1, RNU4ATAC, EXTL3

28. DNA &1 B #E AT, MRE11, NBN, RAD50, L1G4, NHE]1, DCLREI
C, PRKDC, DNMT3B, ZBTB24, CDCA7, HELLS, RNF
168, MCW4, BLI

29. HIMERKEE R 2AE 1TGB2, SLC35C1, FERMTS, RASGRP2, RAC2, ACT

B, FPR1, CTSC, WDR1, CCRZ, CEBPE

30. YaUunvy XA YXYEUR
EARHE

SBDS

31. LSRR B S R A

TLR3, UNCI3BI1, TRAF3, TICAMI (TRIF), TBKI,
IRF3, DBRI, SNORA31, ATG4A

32. ToMmomEAE (BEZ-NT-1
JEMERE, MEMUE, (LIRMTARZE. TE
B B FIE)

SKIC3(TTC37), SKIC2 (SKIVZL)
RPSA, HMOX1
NCSTN, PSENI, PSENEN

THCe, THCS, CXCR4, CIB1
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o BRSBTS A, FREOFEECS ST IBN T 5,

BG4 position (hg38) HGVS. ¢
ADA chr20:44619862 c. 1079-15T>A (NM_000022. 4)
ADA chr20:44620435 c. 976-34G>A (N\M_000022. 4)
ADA chr20:44622730 c. 781-78G>T (N\M_000022. 4)
ATH chr11:108223043 c. —174A>G (N\M_000051. 4)
ATH chrl11:108223781 c. —31+595G>A (NM_000051. 4)
ATH chr11:108227593 c. =30-2A>G (NM_000051. 4)
ATH chr11:108227594 c. =30-1G>T (NM_000051. 4)
ATH chrl11:108241292 c. 497-2661A>G (\M_000051. 4)
ATH chrl1:108252547 c. 1803-270T>G (N\M_000051. 4)
ATH chr11:108268026 c. 2639-384A>G (\M_000051. 4)
ATH chr11:108268388-108268390 c. 2639-22_2639-
20del1AAT (N\M_000051. 4)
ATH chr11:108270485-108270488 c. 2839-579_2839-
576de1AAGT (NM_000051. 4)
ATH chr11:108280983 c. 3403-12T>A (NM_000051. 4)
ATH chr11:108287441 c. 3994-159A>G (N\M_000051. 4)
ATH chr11:108293301 c. 4612-12A>G (\M_000051. 4)
ATH chr11:108309110 c. 5763-1050A>G (N\M_000051. 4)
ATH chr11:108325298 c. 6573-12C>A (NM_000051. 4)
ATH chr11:108330199 c. 7308-15A>G (NM_000051. 4)
ATH chr11:108344052 c. 8418+681A>G (N\NM_000051. 4)
ATP6API chrX: 154431597 c. 289-233C>T (NM_001183. 6)
BLM chr15:90793909 c. 3020-258A>G (\M_000057. 4)
BTK chrX:101349766 c. *119A>C (N\M_000061. 3)
BTK chrX:101354717 c. 1567-23A>C (NM_000061. 3)
BTK chrX:101357480-101357481 c. 1177+28_1177+291nsAGAAAAAAGGT (N
M_000061. 3)
BTK chrX: 101358707 c. 895-11C>A (N\M_000061. 3)
BTK chrX:101370106-101370107 c. 310-28_310-
27de1GCinsTG (N\M_000061. 3)
BTK chrX:101374427 c. 240+109C>A (NM_000061. 3)
BTK chrX:101374428 c. 240+108T>G (NM_000061. 3)
BTK chrX:101374839 c. 142-205A>G (NM_000061. 3)
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BIK chrX:101375133 c. 141+11C>T (\M_000061. 3)
BIK chrX:101386056 c. —31+6T>G (NM_000061. 3)
BIK chrX:101386057 c. =31+5G>C (NM_000061. 3)
BIK chrX:101386061 c. —31+1G>C (NM_000061. 3)
BIK chrX:101386062 c. —31G>T (NM_000061. 3)
BIK chrX:101386224 c. —193A>G (\M_000061. 3)
CI1QB chr1:22659438 c. —17-2A>C (N\M_000491. 5)
c2 chr6:31943549-31943570 c. 1567+22_1567+43de122 (N\M_000063

6)
c3 chr19:6720594 c. —5delG (NM_000064. 4)
c7 chr5:40931041 c. 63-23T>A (NM_000587. 4)
C84 chr1:56885915 c. 856-12G>A (N\M_000562. 3)
CARD9 chr9:136367619 c. 1269+18G>A (N\M_052813. 5)
CD3D chr11:118342608 c. —1G>T (\M_000732. 6)
CD40LG chrX:136654341-136654348 c. 289-32_289-

25de 1 AAAATGAC (N\M_000074. 3)
CDA0LG chrX: 136654358 c. 289-15T>A (N\M_000074. 3)
CDA0LG chrX: 136655441 c. 347-915A>T (\M_000074. 3)
CHD7 chr8:60821779 c. 2698-11A>G (\M_017780. 4)
CHD7 chr8:60822009 c. 2836-15C>G (\M_017780. 4)
CHD7 chr8:60845235 c. 5051-15T>A (NM_017780. 4)
CHD7 chr8:60850471 c. 5405-22T>A (N\M_017780. 4)
CHD7 chr8:60850475 c. 5405-18C>A (N\M_017780. 4)
CHD7 chr8:60850476 c. 5405-17G>A (N\M_017780. 4)
CHD7 chr8:60850480 c. 5405-13G>A (N\M_017780. 4)
CHD7 chr8:60851121 c. 5607+17A>G (\M_017780. 4)
CLPB chr11:72308627 c. 1079-23T>A (NM_030813. 6)
c1sc chr11:88337727 c. =55C>A (NM_001814. 6)
CYBA chr16:88646212 c. 288-15C>G (\M_000101. 4)
CYBB chrX: 37780009 c. —69A>C (NM_000397. 4)
CYBB chrX:37780011 c. —67T>C (NM_000397. 4)
CYBB chrX: 37780012 c. —66delT (\M_000397. 4)
CYBB chrX:37780012-37780013 c. —66dupT (\M_000397. 4)
CYBB chrX:37780013 c. —65C>T (NM_000397. 4)
CYBB chrX: 37780014 c. —64C>T (NM_000397. 4)
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CYBB chrX:37782074-37782077 c. 46-14_46-
11de1TTCTinsGAA (NM_000397. 4)
CYBB chrX: 37782077 c. 46-11T>G (NM_000397. 4)
CYBB chrX:37783462-37783478 c. 142-28_142-
12de1ACTCTGCTCCCTTTCCC (NM_000397
4)
CYBB chrX: 37783478 c. 142-
12de1CinsACCTCTTCTAG (NM_000397. 4)
CYBB chrX: 37790096 c. 253-1879A>G (N\M_000397. 4)
CYBB chrX: 37794788 c. 483+978G>T (\M_000397. 4)
CYBB chrX:37797221 c. 674+1080A>G (N\M_000397. 4)
CYBB chrX:37797478 c. 674+1337T>G (N\M_000397. 4)
CYBB chrX: 37797798 c. 675-1157A>G (N\M_000397. 4)
CYBB chrX: 37798943 c. 675-12T>G (\M_000397. 4)
CYBB chrX: 37804995 c. 1152-11T>G (\M_000397. 4)
DCLREIC chr10:14924846 c. 973-1777G>C (N\M_001033855. 3)
DKC1 chrX: 154762824 c. —142C>G (\M_001363. 5)
DKC1 chrX: 154762825 c. —141C>G (\M_001363. 5)
DKCI chrX: 154765429 c. 85-15T>C (N\M_001363. 5)
DNMT3B chr20:32807751 c. 2421-11G>A (N\M_006892. 4)
DOCKS chr9:317025 c. T42-18C>G (\M_203447. 4)
DOCKS chr9:317028 c. T42-15T>G (\M_203447. 4)
ELANE chr19:851430-851481 c. —899_—848de152 (\M_001972. 4)
ELANE chr19:852326 c. —3A>T (\M_001972. 4)
Fi12 chr5:177409589 c. —62C>T (NM_000505. 4)
FAS chr10:89008877 c. 335-12C>G (\M_000043. 6)
FAS chr10:89010737 c. 506-16A>G (\M_000043. 6)
FASLG chr1:172658941 c. —261T>C (\M_000639. 3)
FERMTI chr20:6094199 c. 1139+740G>A (N\M_017671. 5)
FERMT1 chr20:6122775 c. —20A>G (NM_017671. 5)
FOXP3 chrX:49250456 c. #878A>G (\M_014009. 4)
FOXP3 chrX:49250458 c. #876A>G (\M_014009. 4)
FOXP3 chrX:49258512 c. —7G>T (N\M_014009. 4)
FOXP3 chrX: 49264656 c. —23+5G>A (NM_014009. 4)
FOXP3 chrX: 49264659 c. —23+2T>G (N\M_014009. 4)
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FOXP3 chrX: 49264660 c. —23+1G>T (N\M_014009. 4)
FOXP3 chrX:49264661 c. —23G>A (NM_014009. 4)
GATAZ chr3:128483288 c. 1017+572C>T (N\M_032638. 5)
GATAZ chr3:128483320-128483347 c. 1017+513_1017+540de128 (NM_03263

8.5)
GATAZ chr3:128483328 c. 1017+532T>A (N\M_032638. 5)
GATAZ chr3:128487077 c. —45-1G>C (NM_032638. 5)
GATAZ chr3:128604048 c. ~111195T>A (NM_032638. 5)
IFNGR1 chr6:137203727 c. 547-42A>T (\M_000416. 3)
IKBKG chrX: 154547745 c. —16G>C (NM_001099857. 5)
IKBKG chrX: 154547746 c. —16+1G>T (NM_001099857. 5)
IKBKG chrX: 154560384 c. 519-23A>T (\M_001099857. 5)
IL10RB chr21:33296409 c. %52C>T (NM_000628. 5)
IL2RB chr22:37132481 c. 819-13C>G (\M_000878. 5)
IL2RG chrX: 71107428 c. %308A>G (N\M_000206. 3)
IL2RG chrX:71110703 c. 270-15A>G (\M_000206. 3)
IL2RG chrX: 71111644 c. —105C>T (\M_000206. 3)
IL7R chrb:35867751 c. 379+288G>A (NM_002185. 5)
IRAK4 chr12:43784244 c. 1188+520A>G (N\M_016123. 4)
1T6B2 chr21:44900489 c. 742-14C>A (N\M_000211. 5)
1T6B2 chr21:44901745 c. 500-12T>G (\M_000211. 5)
JAK3 chr19:17832430 c. 2680+89G>A (NM_000215. 4)
JAK3 chr19:17835226 c. 1915-11G>A (\M_000215. 4)
NEX2-5 chr5:173235739 c. —656de1C (NM_004387. 4)
NEX2-5 chr5:173245288 c. ~10205G>A (N\M_004387. 4)
NEX2-5 chr5:173245300 c. ~10217G>C (\M_004387. 4)
PARN chr16:14630188 c. —63C>T (NM_002582. 4)
PNP chr14:20474755 c. 286-18G>A (N\M_000270. 4)
POLE chr12:132672595 c. 1686+32C>G (\M_006231. 4)
POLE chr12:132675164 c. 1226+234G>A (N\M_006231. 4)
PTEN chr10:87863231 c. —1239A>G (N\M_000314. 8)
PTEN chr10:87863274-87863285 c.—1196_-

1185de] AAGCCGCAGCAA (N\M_000314. 8)
PTEN chr10:87863292 c. —1178C>T (NM_000314. 8)
PTEN chr10:87863299 c. —1171C>T (NM_000314. 8)

9/ 14




PTEN chr10:87863359 c. ~1111A>G(NM_000314. 8)
PTEN chr10:87863469 c. —1001T>C (NM_000314. 8)
PTEN chr10:87863495 c. —975G>A (NM_000314. 8)
PTEN chr10:87863539 c. —931G>A (NM_000314. 8)
PTEN chr10:87863549 c. —921G>T (N\M_000314. 8)
PTEN chr10:87863574 c. —896T>C (N\M_000314. 8)
PTEN chr10:87863608 c. —862G>T (N\M_000314. 8)
PTEN chr10:87863616 c. —854C>G (NM_000314. 8)
PTEN chr10:87863635 c. —835C>T (N\M_000314. 8)
PTEN chr10:87863671 c. =799G>C (N\M_000314. 8)
PTEN chr10:87863705 c. ~765G>A (NM_000314. 8)
PTEN chr10:87863741 c. =729C>T (N\M_000314. 8)
PTEN chr10:87864163 c. —307del1C(NM_000314. 8)
PTEN chr10:87864447 c. —23delT (N\M_000314. 8)
PTEN chr10:87932992 c. 254-21G>C (N\M_000314. 8)
PTEN chr10:87960843-87960878 c. 802-51_802-16de136 (N\M_000314. 8)
PTEN chr10:87965537 c. *65T>A (NM_000314. 8)
PTEN chr10:87965547-87965564 c. ¥75_%92de 1 TAATGGCAATAGGACATTins
CTATGGCAATAGGACATTG (NM_000314. 8)
RAGI chr11:36568121 c. —16A>G (NM_000448. 3)
RAGZ chr11:36598102 c. —28G>C (NM_000536. 4)
REXANK chr19:19196952 c. 188-11C>T (N\M_003721. 4)
RPSA chr3:39406769 c. —34+5G>C (NM_002295. 6)
RTELI chr20:63662413-63662414 c. 396-61dupG (\M_032957. 5)
SERPING1 chr11:57597582 c. ~163C>T (N\M_000062. 3)
SERPING1 chr11:57597584 c. —~161A>G (N\M_000062. 3)
SERPING1 chr11:57597645 c. —100C>G (N\M_000062. 3)
SERPING1 chr11:57598094 c. —22-155G>T (NM_000062. 3)
SERPING1 chr11:57598247 c. —22-2A>G (NM_000062. 3)
SERPING1 chr11:57598248 c. —22-1G>A (NM_000062. 3)
SERPING1 chr11:57605998 c. 686—12A>G (NM_000062. 3)
SERPING1 chr11:57606394 c. 890-14C>G (NM_000062. 3)
SERPING1 chr11:57606931 c. 1029+384A>G (N\M_000062. 3)
SERPING1 chr11:57614315 c. 1250-13G>A (N\M_000062. 3)
SHZD1A chrX:124365744-124365750 c. 138-17_138~
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11delAGTTTAT (NM_002351. 5)

SPINKS chrb:148086393 c. 283-12T>A (NM_006846. 4)
SPINKS chrb:148104940 c. 1431-12G>A (N\M_006846. 4)
SPINKS chrb:148111948 c. 1820+53G>A (N\M_006846. 4)
STAT1 chr2:190978843 c. 1873+13T>C (N\M_007315. 4)
STAT3 chr17:42326288 c. 1282-89C>T (N\M_139276. 3)
STXBPZ chr19:7640870-7640877 c. 326-30_326-

23de1GCCTGATG (NM_006949. 4)
STXBPZ chr19:7640877-7640884 c. 326-23_326-

16de1GCCCCACT (NM_006949. 4)
TAFAZZIN chrX:154413362 c. 284+110G>A (N\M_000116. 5)
TAFAZZIN chrX:154420840-154420852 c. 7T78-63_778~

51de1CTCCCAGGGCACC (N\M_000116. 5)
TBX1 chr22:19756055 c. =777C>T (N\M_080647. 1)
TBX1 chr22:19756212 c. —620A>C (NM_080647. 1)
TBX1 chr22:19756832 c. —87+87C>G (N\M_080647. 1)
TBX1 chr22:19756845 c. —87+100C>T (N\M_080647. 1)
TBX1 chr22:19756902 c. —87+157G>T (N\M_080647. 1)
TBX1 chr22:19759605 c. —39C>T (NM_080647. 1)
TERC chr3:169765082 c. —22C>T (NR_001566. 1)
TERC chr3:169765118 c. =58C>G (NR_001566. 1)
TERC chr3:169765159 c. —99C>G (NR_001566. 1)
TERT chrb:1271219 c. 2383-15C>T (NM_198253. 3)
TERT chrb:1295046 c. —57A>G (NM_198253. 3)
TGFBI1 chr19:41354714 c. —~1670G>A (NM_000660. 7)
TGFBR2 chr3:30606825 c. —59C>T (N\M_003242. 6)
TRNTI chr3:3146404 c. 609-26T>C (N\M_182916. 3)
UNC13D chr17:75828098 c. 3152-12delC (NM_199242. 3)
UNC13D chr17:75830164 c. 2831-13G>A (NM_199242. 3)
UNC13D chr17:75831361 c. 2448-13G>A (NM_199242. 3)
UNC13D chr17:75843826 c. 118-307G>A (NM_199242. 3)
UNC13D chr17:75843827 c. 118-308C>T (NM_199242. 3)
UNC13D chr17:75844078 c. 117+143A>G (NM_199242. 3)
VPS13B chr8:99467391 c. 3446-23T>G (NM_017890. 5)
WAS chrX:48689301-48689309 c. 1339-19_1339-
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11de1TGATCCCTGinsATCTGCAGACC (NM_0
00377. 3)

ZAP70 chr2:97733464 c. 838-80G>A (NM_001079. 4)

JAP70 chr2:97737984 c. 1624-11G>A (N\M_001079. 4)

(1)

(2)

(3)

(4)

(5)

(6)

A& 15

MEHEML L7277 LADNA DD | ST DA RBRFOTLAESEa— R
kT Ve EDA L hr UERES B NA TV E A= g B D WIIERR
&% (polymerase chain reaction %, PCRELNE) ITX W IRME L., kiR —7r
P —HL50EF Y BT Y = L KD BB TEIIREEZ TV, AR
BARF DTz /X B = — NHEEIKIC 31T 2K B L O M Rl 5 2 b oo 4 e -
%o IKBKGIZBE U CIXMHFIFEIEA S 5720, kit —7 =% —I2 &, long-
range PCR 1% sanger {EIZTCHNU T v M &R+ 5, 7272 L. IKBKG D ex3-ex10 O
KRFOBHIIARFHECTH D, SBOSIZB L CIIAHRIGEIR N & 5 728, long-range
PCR % D PEW) % AR S — A B — |\ CIRMT T %, ICOSLGITR L TITEER DO b k
5077 LA (hgd8, 2013, Dee) (IFIEIA UEAN & B+ AEEBAE TN 5 7=
B, MY — REIRIA S — 7 v o v TR IERE R BRI E N R 2 G AR B D,
JRRANMAE D DZ T AT E T D03, LT 2 G720 A T S 772 DNA 321 A
%o ZOREIIEL OFEFIZEIVHWT L LD LTS,

EIEE R O E 2L
EBICHN R TWDE M7 LY 7 7 Lo ARSI E O b | (R HBIHEZE R
DA R HET B

EREBEICRAMREETI 2 L LT AREMEOKEA
BRiZ7e L, AREIXBREMEZ2ETHIHLO0TEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B2 B BIN,

HIEZEFET DB H - Tid, EBRICREZRTT > HEREFR DA
HEDEFETIH Y FH A,

R DERE S
B TIRE D B ESRIRIUC S THICHM L AREDH LiAA0E L
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ZHERT %,

(7) BEORBRELR
WRETREAT DFEA AL 1D Rl 7~V SRR S U7 B 1A
(22 BRI & EDTA-2K (£ 7213 Na) JHKL)

(8) MIEDREE
M 1nL A bR Y %,

(9) RBfEDRFESM:
PRIMAR T, BT E T2 A R E D

(10) RRfEDRHFM:
FE (7). (8), (9) W THRIKICONT, FIC AN TRIRIC TAHICRET
(BEIZIE LT, RGAIORIS D), FEEAOBRRICEHFT D Z L&KL T 5,

(11) MEEEEROBRED T XNV OFEREH
BARBES T~ U IZEEAE 1D 722 & ONSHRAEERA 1D 250895,
BRAEEEEIL, YRERBEOHRXEZEAT 5, EREHREH 2L FIIRT,
- [EA4{k 1D
- LT HMAHE (EEAL, Ao — RES. BRI
- RIS
« A KT A 2 FORETR
- FEOREEA S E R

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LRI LT D,

TRBLAEZ AR ARO T, EREEBIC T e R A (R T,

(13) HREFH
7L

(14) BEOBH LiAA, BEWE LY
NS EIEANDT & DNA AT Bia A= (07 SEETFRER)
T292-0818 THERAFEFRT NI I8 2 TH 5-23
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https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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